Mitochondrial myopathyl 3-11 may occur with hypermetabolism or with multi-system abnormalities. When it is associated with ptosis, ophthalmoplegia, retinal pigmentation and heart block, the combination of clinical features is known as the Kearns-Sayre syndrome.1-4 We present a case of mitochondrial myopathy with lactic acidaemia and multi-system abnormalities in which (1) the presenting neurological features were ataxia and myoclonus, (2) ptosis and ophthalmoplegia, retinal pigment deposits and heart block were absent, and (3) endocrine function tests demonstrated a defect in hypothalamic function as the likely cause of infertility.
Case report
The patient, a female born in February 1949, presented in January 1975 with a four-year history of drop attacks and myoclonic jerks. Her mother and a maternal aunt suffered from involuntary movements. Another maternal aunt required a walking frame, and had a fit two months before dying with myocardial degeneration at age 27 years. This aunt's daughter died in childhood with epilepsy. On examination our patient had nystagmus, ataxia and mild dysmetria. She Mitochondrial myopathy and lactic acidaemia with myoclonic epilepsy standard). The serum prolactin was 4-2 ng/ml (<10 ng/ml). Serum oestradiol levels did not rise after five days of clomiphene 50 mg/day. Seven days later the plasma progesterone was 2 5 nmol/l (normal luteal phase >15 nmol/l). The addition of bromocriptine to a subsequent course of clomiphene did not enhance the oestradiol response. During a luteinising hormone releasing hormone (LHRH) infusion test (100 gg iv) the serum LH rose normally from 86 to 340 ng/ml and the serum FSH from 115 to 225 ng/ml. Following administration of exogenous FSH (75 iu/day for 3 days) the 24 hour urine oestrogens rose from 41 ,uM to 75 gM and serum oestradiol rose to 332 pmol/l. The combination of the failure of serum oestradiol to rise with clomiphene, the normal LHRH response, and an ovarian response to exogenous gonadotrophins suggested that the menstrual disorder was due to hypothalamic dysfunction. She was considered for treatment with exogenous gonadotrophins but had become too weak to contemplate pregnancy.
Thyroid function tests repeated in 1978 revealed low-normal values of serum thyroxine (66-6 nmol/lnormal 52-0 to 175 nmol/l) and tri-iodothyronine (1-15 nmol/l-normal 1-00 to 2-75 nmol/l), with an elevated serum TSH level of 16-8 mU/L (<5 mU/L). A multi-nodular goitre was palpable. She had pale optic discs with thinning of the retinal pigment layer and was irritated by bright light glare. An electrooculogram (EOG) revealed a low Arden index and there was delayed dark adaptation. Audiology revealed bilateral high-tone hearing loss. Cerebral CT scan showed no evidence of basal ganglia calcification. Formal IQ was 101. Height measurement was 160 cm. The following investigations have been normal: full blood count and blood film, serum calcium and parathyroid hormone, electroretinography (ERG), immune function studies, CSF albumin/globulin ratio, chromosome analysis and skull radiographs.
Discussion
The patient suffers from a mitochondrial myopathy with multi-system abnormalities including myoclonic epilepsy, hearing loss 
